Denouement and discussion
The patient's mother, grandmother, and maternal aunt all have known autosomal polycystic kidney disease, type 1 (ADPCKD, type 1). None have received a kidney transplant as yet. A nonsense mutation in the PKD1 gene encoding polycystin 1 was confirmed in all affected family members, including in this infant. The cranial magnetic resonance imaging showed the presence of a large arachnoid cyst in the posterior fossa and bilateral supratentorial subdural cystic hygromas as well as small arachnoid cysts.
ADPCKD is an autosomal dominant condition due to mutations in the polycystin 1 gene in chromosome 16p in 85% of cases, termed type 1 ADPCKD or to mutuations in the polycystin 2 gene on chromosome 4q in 15% of cases, termed type 2 ADPCKD. Type 2 ADPCKD is a milder form of the disease.
The association of arachnoid cysts, subdural cystic hygromas, and subdural hematomas has only recently been recognized in ADPCKD.
1,2 ADPCKD has recently been shown to be associated with cysts in other organs including cysts in the liver, pancreas, lung, spleen, ovaries, testes, thyroid, uterus, and bladder, 1 as well as colonic diverticula, inguinal hernia, atrial septal aneurysm, coronary artery aneurysms, and aortic root dilatation. 3, 4 Cranial complications include berry cerebral aneurysms and rhombencephalosynapsis. 4 Rhombencephalosynapsis is a very rare condition consisting of cerebellar vermian agenesis with fusion of the cerebellar hemisphere. The most common and best-known intracranial association with ADPCKD is intracranial berry or saccular aneurysms. These aneurysms occur in 11% of patients with ADPCKD. 3 However, in a recent study of a large number of patients with ADPCKD, it was found that 8.1% had arachnoid cysts. This is significantly more common than in the control, healthy population, in which the incidence of arachnoid cysts is 0.8%. 3 Interestingly, in patients with both ADPCKD and arachnoid cysts, the incidence of hepatic cysts is 85%. However, in patients with ADPCD but without arachnoid cysts, only 52.4% had liver cysts. The incidence of pineal and choroid plexus cysts in patients with ADPCKD was not more common than in the control, healthy population.
Arachnoid cyst is a focal collection of cerebrospinal fluid covered by a thin membrane continuous with the arachnoid membrane. In general, unlike the hepatic and renal cysts of ADPCKD, the arachnoid cysts do not usual enlarge and are often asymptomatic. 3 Whether arachnoid cysts require treatment is somewhat controversial. However, arachnoid cysts can be associated with the development of symptomatic subdural hygromas and subdural hematomas. [4] [5] [6] These subdural abnormalities are thought to occur due to rupture of an arachnoid cyst and in the case of subdural hematoma hemorrhage into the subdural space, associated with trauma. The reported risk of subdural hematoma in patients with arachnoid cyst is 8 to 17%. 6 Hence, it is currently not recommended to surgically treat arachnoid cysts to prevent cystic hygroma and subdural hematoma. It is, however, recommended that patients with arachnoid cyst try to avoid head trauma. 6 Subdural hygromas and subdural hematomas may continue to enlarge producing increased intracranial pressure and require shunting as in this patient. Association of ADPCKD with cysts TE Herman and MJ Siegel
